Case report
A 54-year-old man was referred to King's College Hospital in March 1985. He gave a two-year history of insidious onset of pain and stiffness in b"th shoulders and arms associated with marked loss of appetite. Within two months he was forced to give up his work as a self-employed carpenter because he was unable to carry or lift heavy objects. Three months later he was unable to dress or feed himself because of upper limb stiffness. By this time he had lost two stone (12.6 kg) in weight and was experiencing indigestion and a sense of fullness after meals. He rapidly became confined to a wheelchair and had noted the passage of occasional, light-coloured floating stools.
In March 1984 he had been admitted to a rehabilitation centre where he was treated with physiotherapy, gaining strength in his legs and being able to dispense with the wheelchair. By December 1984, however, he had completely relapsed and his family noticed that he had become depressed. In January 1985 he had a severe episode of bronchopneumonia.
He had always been in good health. He smoked lh oz of tobacco a day, and admitted an alcohol consumption that was as much as 4 pints of beer and two whiskies a night. He had stopped drinking altogether in January 1983. He had had Raynaud's phenomenon for 7 years.
On examination he was extremely thin, weighing 46 kg. He had a rigid stooped posture. Chest expansion was 2.5 em, but chest sounds were clear. Abdominal examination was difficult because of indurated abdominal musculature. Joints in the upper limbs were markedly stiff with contractures at shoulders, elbows, wrist and small finger joints. Hands showed evidence oflongstanding Raynaud's disease, with thick tethered skin distal to the proximal interphalangeal joints and wasting of the pulp of the finger tips.
Investigations: Hb 11.7 g/dl, MCV 8004, WBC 7700, ESR 25 mm, CPK 31 and 40 units (within normal limits). Serum and urinary myoglobin negative. ANF positive 1 : 40, 1 : 100. Rheumatoid factor negative, Jo 1 antibodies negative, ENA negative. HLA-B 27 negative. Chest X-rays were normal with normal diaphragmatic movement on screening. Lung function was normal with exception of a reduced CO transfer factor. Faecal fat 47.5 f.lmol in 24 hours. Urinary indican test positive; serum amylase 300 units. Jejunal biopsy showed normal villi with heavy infiltrate of lymphocytes and plasma cells. Endoscopic retrograde cannulation of the pancreatic duct (ERCP) was abandoned owing to difficulty in swallowing the endoscope.
Discussion
Dr J T Scott: This depressed man with his pain and stiffness and his rigid stooping posture, drinking rather more than was good for him, presents a rather enigmatic and inscrutable figure. What is the nature of this mysterious complaint with these bizarre features?
There is a history of rapid onset of what sounds like rather sinister symptoms of pain and stiffness, weight andappetite loss. But after admission to the rehabilitation centre he gained strength in his legs; was that just the physiotherapy or was he having some other form of treatment? In January 1985 he developedbronchopneumonia; why should a previously fit man of 52 develop this?
His alcohol consumption was indeed rather heavy and one may ask if this could be related to his condition. It is generally thought that 60-80 g/day is a safe limit of alcohol intake; most cirrhotics are drinking 160-180 g/day. Our patient was taking about 120 g/day which makes it relevant to consider the alcohol history.
On examination we are not really told enough about the 'contractures'. It is unlikely that he had developed bony ankylosis in such a short space of time. It may be that the contractures were due to joint disease, but we are not given any history of joint pain or joint swelling. It is more likely that the contractures are associated with fibrosis in the muscles or skin.
There are two syndromes associated with alcohol ingestion involving muscle: (a) Acute pain, swelling and tenderness with rhabdomyolysis and myoglobinuria. It is a very striking clinical syndrome which recovers after a few days in hospital.
(b) Insidious symmetrical progressive proximal muscle weakness. This syndrome is slowly reversible on discontinuing alcohol and it is possible that such a situation may have been obtaining in this case.
The gastrointestinal investigations indicate the presence of malabsorption with elevated faecal fat. There is evidence of bacterial gut overgrowth with a positive urinary indican test. In any alcoholic patient with evidence of malabsorption one needs to consider chronic pancreatitis of which pain is an important symptom, but it can be painless. Therefore, this man's alcohol history can be relevant in these ways, but it does not completely explain the clinical picture. Other conditions can also cause malabsorption. There is no history of surgical procedures or fistulae, and intestinal damage is unlikely because we are told that the villi are normal. There is the possibility of lymphoma causing malabsorption, but the overall clinical picture is against this. The villi are distorted with PAS-positive macrophages in Whipple's disease and there is no evidence ofCrohn's disease on the data given. An ERCP is one of the most useful imaging methods in the diagnosis of chronic pancreatitis, showing changes in the main pancreatic duct and its side branches. So there are two questions here: why was it attempted; was there some evidence of pancreatic or biliary disease in the patient? Also why was the procedure abandoned? He had already had a jejunal biopsy; was he just uncooperative or was there some lesion in the region of the mouth or the cricopharyngeal area or oesophagus which made the investigation difficult?
This gentleman has Raynaud's phenomenon with a positive test for antinuclear factor. This combination is classically seen in systemic lupus erythematosus, but the clinical picture does not seem to be that of systemic lupus and even less so of rheumatoid arthritis with vasculitis. His skin is said to show evidence ofchronic Raynaud's phenomenon. I suppose that this consists ofsclerodactylyand perhaps changes extending to other parts of the body.
Could he have systemic sclerosis? In systemic sclerosis the degree of skin involvement is variable. Muscle involvement with weakness does occur in this condition. In an American example of 52 cases there was severe weakness in no fewer than 15 of them involving, particularly, the proximal muscles, particularly those of the pectoral girdle. There are two sorts of muscle involvement: (1) not very common is an inflammatory myositis with cellular infiltrate and a variable response to corticosteroid treatment;
(2) a simple myopathy with a normal CPK, fibrosis, atrophy and necrosis.
At the time of the rapid onset in our patient there may well have been some form of inflammatory myositis present. It is interesting that the Raynaud's phenomenon antedated the other symptoms,by many years. This is well known to be the case.
Systemic sclerosis may also account for the malabsorption and steatorrhoea and I suggest that we shall be shown severe disturbances of oesophageal and jejunal motility. The gut becomes invaded by colonic bacteria, which convert the normally conjugated bile salts to the free form; resulting lipids contribute to the steatorrhoea. The bacteria themselves metabolize dietary constituents and contribute to the malabsorption.
Finally in this patient there is evidence of lung involvement with reduced transfer factor. This may have been a feature of fibrosing alveolitis, although the picture is complicated by the episode of bronchopneumonia not long before. This itself may have been the result of inhalation of oesophageal contents.
My diagnosis, therefore, is systemic sclerosis with the various complicating features which I have just discussed.
Dr Rae: Further clinical findings are demonstrated in Figure 1 . Other investigations included (1) hand X·rays, which showed no joint disease and no evidence of calcification. Some tufting of the terminal phalanges was noted; (2) EMG was characteristic of severe inflammatory myopathy including multiple polyphasic action potentials.
Dr Rose: An open muscle biopsy was taken from the right biceps brachii. Qualitative histological examination of the biopsy revealed an active polymyositis with extensive severe perimysial and endomysial fibrosis (Figure 2 ).There was no evidence of necrotizing vasculitis. Fibre size analysis conducted on fresh frozen transverse sections stained for NADHtetrazolium reductase and ATPase at standard pH demonstrated atrophy ofboth fibre types; in particular the majority of type two fibres were extremely atrophic. There was no fibre hypertrophy <Figure 3). This form offibre size distribution! correlates strongly with clinical and qualitative histological features of an inflammatory myopathy and in this case strongly supports a tissue diagnosis of polymyositis. It should be noted, however, that the histology provides no Dr Fernandes: A skin biopsy was taken from the anterior abdominal wall. The macroscopicappearances were normal, but the histology was compatible with scleroderma ( Figure 4 ).
Dr Rae: Treatment for the polymyositis was initiated on the basis of these results; prednisolone 40 mg/day and azathioprine 100 mg/day produced some improvement in hand function and upper limb strength, enabling the patient to feed himself and comb his hair. Phsyiotherapy contributed towards enhancing muscle strength, but was not effective in reducing contractures. Surgery was not thought to be indicated.
Dr Powell-Jackson: The patient was reinvestigated in April 1985 because his symptoms had worsened. Fat malabsorption due to pancreatic enzyme deficiency was confirmed by the 14C triolein breath test 2 • The presence of bacterial overgrowth was confirmed by means of a 14C glycocholate breath test. Intubation ofthe oesophagus with the gastroscope was technically difficult because the patient was unable to initiate deglutition. Barium swallow and meal demonstrated relatively free spill-over of contrast into the bronchial tree. There was' no oesophageal peristalsis and barium emptied under the influence of gravity in the erect position. There was a sliding hiatus hernia and a constant irregularity in the lower oesophagus, consistent with an area of oesophagitis. The small bowel examination demonstrated a markedly dilated duodenal loop and the jejunal calibre was at the upper limit of normal. Peristalsis was seen in the small bowel, and barium reached the colon within seven hours. These abnormalities were consistent with scleroderma affecting the oesophagus, distal duodenum and jejunum. The malabsorption was complicated by bacterial overgrowth resulting from stasis within the small intestine, and chronic pancreatitis.
Treatment was commenced with cimetidine to treat the peptic oesophagi tis and to optimize the effect of pancreatic supplement. The bacterial overgrowth was treated by a course of rotating broad-spectrum antibiotics.
Conclusion (Dr Scott)
The diagnosis is really what we expected, but this is a most unusual case, without much evidence of skin disease. A recent paper reports pharyngeal obstruction in patients with polymyositis''very similar to that demonstrated here. Pancreatitis has been reported previously in patients with sclerodermas" and probably should be excluded as a cause of malabsorption in these patients.
The eminient American physician, Dr Gerald Rodnan, died not long ago; he contributed greatly to our knowledge of systemic sclerosis. In his preface to the April 1979 issue of Clinics in Rheumatic Diseases, which he edited, he quoted the French doctor Alibert, writing in 1818: 'Nothing is more bizarre, but nothing is more interesting than this hardening of the skin. It will always be for doctors a fascinating subject for study and meditation.'
